The most identifiable feature of NBCCS is multiple basal cell carcinomas, a common type of skin cancer. This type of skin cancer is most often seen in older adults after many years of sun damage. People with NBCCS frequently get basal cell carcinomas in their 20s and 30s, though can be as young as 3-4 years old. They also have many more basal cell cancers; the average number for people with the syndrome is 8, but they can have thousands. Skin type and exposure to sun and radiation damage strongly influence the number of basal cell cancers patients with the syndrome develop. Black individuals with NBCCS typically develop relatively few skin cancers, whereas fair-skinned white people with the syndrome can have many.
In addition to skin cancer, people with the syndrome often have pits, or small indentations, in the skin of their palms or soles that appear over time and are permanent. Multiple cysts (milia, epidermal cysts) and moles or skin tags are seen in people with NBCCS. The syndrome also affects the bones, face, and brain. Many of the most common characteristics of NBCCS do not cause symptoms.
Jawbone cysts (odontogenic keratocysts) can be the first sign of NBCCS and are often found by a dentist. The cysts first appear in children and continue to form until approximately 30 years of age. Sometimes they are asymptomatic, but they can be painful, displace teeth, and cause swelling. Other skeletal abnormalities include cysts in the hand or foot bones, deformed ribs or spinal vertebrae, scoliosis, spina bifida, shortened fourth and fifth fingers, fused fingers (syndactyly), and an abnormality of the shoulder blade called Sprengel deformity.
Atypical facial features can be seen in NBCCS. Up to 70% of patients have a broadened face, coarse facial features, or wide-set eyes (ocular hypertelorism). Enlarged head circumference (macrocephaly) and cleft lip or cleft palate, are other findings. People with NBCCS have a higher incidence of cataracts at birth, crossed eyes (strabismus), and bulging of the eyes (exophthalmos).
Abnormal areas of calcification in the brain are seen in many people with NBCCS. The areas of calcification (falx cerebri, tentorium cerebelli, interclinoid ligament of the sella turcica) can be identified on x-ray of the skull. There can be cysts in the brain and sometimes the bundle of nerve fibers that connect the two hemispheres of the brain fails to develop (agenesis of the corpus callosum). Mental retardation occurs in approximately 5% of cases. Brain cancers, specifically medulloblastoma and meningioma, occur in 1-4% of children with the NBCCS.
People with NBCCS are at higher risk for some other cancers and benign growths than the general population. A type of bone cancer (fibrosarcoma) and muscle cancer (rhabdomyosarcoma), while not common, do occur slightly more often in NBCCS. A non-cancerous growth in the heart (cardiac fibroma) is sometimes seen in children with this syndrome. If present, this growth can be life-threatening depending on its size and location in the heart. Ovarian cysts and fibromas are found in approximately 25% of cases. These benign growths do not affect fertility.
The signs and symptoms of the syndrome identify NBCCS. A diagnosis is made by the presence of two major criteria or one major and two minor criteria.
